Internal hydrocephalus with partial hypoplasia of the cerebellum was observed in a severely mentally retarded boy who showed signs of ectodermal dysplasia. Diagnostic considerations are discussed. Reports of the triad mental retardation-CNS malformation-ectodermal dysplasia are rare. In 1989 we reported a case with these signs that shows a striking facial similarity to the case presented here. (J Med Genet 1993;30:245-7) The diagnosis of ectodermal dysplasia syndrome requires involvement from birth of hair, skin, teeth, or nails without progression of the condition.'2 Diagnosis is often difficult since any ectodermal derivative may be involved in varying degrees. To circumvent this problem, Freire-Maia and Pinheiro2 designed a classification system which contains over 100 different, clinically distinct conditions. However, assignment of any particular case to a specific subtype in this classification system may still be difficult. We present a case of a severely mentally retarded boy with a medical history and abnormalities of ectodermal derivatives suggesting the diagnosis 'subtype of ectodermal dysplasia'. A CT scan showed dilatation of the third, fourth, and lateral ventricles which remained stationary in time without signs of hypertension. Also partial hypoplasia of the cerebellum was observed.
Case report
The patient was the first born son of young, non-consanguineous parents. A brother of the mother has Down's syndrome (probably age related) and her nephew has spina bifida. The remaining family history is negative for other congenital malformations or hereditary conditions. The mother of the patient has fine, sparse, fair hair but has an otherwise normal phenotype.
The pregnancy was complicated by premature contractions and hydramnios. A dysmature boy was born after 37 A CT scan showed dilatation of the third, fourth, and lateral ventricles which remained stationary in time without signs of hypertension. Also partial hypoplasia of the cerebellum was observed.
At 13 months of age developmental retardation was obvious. Parameters for weight and length were still below the 3rd centile (6-56 kg and 68-5 cm respectively) while head circumference was on the 10th centile. Admission to hospital was necessary as his condition worsened because of feeding problems, an upper respiratory tract infection, and recurrence of dacryocystits of his right eye. At 16 months his cleft palate was surgically corrected. However, no remarkable change in the feeding problems (especially for solid food) occurred.
At 31 years old, he was admitted to hospital for a respiratory infection with febrile convulsions and head banging. Since febrile convulsions had occurred for the second time that year, anti-epileptic drugs were given. Weight was 10 40 kg (less than the 3rd centile), length was 95 cm (less than the 25th centile), and head circumference was 50 cm (25th to 50th centile). This ratio persisted during the following years.
Clinical observations at that time (figs 1 and 2) were similar to the present. He is now 8 years old and an anxious, pale, and thin child. He is severely mentally retarded. Since the birth of a healthy sister when he was 5 years old he developed serious behavioural problems with anxiety and aggression. The scalp veins are visible and dilated. His hair is fair, curly, and fine. Microscopic examination shows irregular and missing cuticles. Serum copper and caeruloplasmin levels are normal. He shows frontal bossing, hypoplasia of the maxilla, hypertelorism, and ectropion of the right lower eyelid. He has a protruding tongue. Both ears are low set, but hearing is adequate. He has diastema between his upper incisors, and one conical and one peg shaped incisor in the 
